New Results: Negative for BRCA1/2 but was found to have a pathogenic variation in the gene MLH1 associated with Lynch syndrome.
Outcome: In the time between the BRCA1/2 and gene panel tests, the patient had been diagnosed with endometrial cancer. Additionally, a baseline colonoscopy had been performed at age 50 with negative results, and she had been told to come back at age 60. Following communication of her MLH1 status, she underwent an early second colonoscopy and a polyp was found and removed. She is currently 53 years old, so this tubular adenoma was caught 7 years earlier than if no broad genetic test had been performed.
BRCA1/2 negative patients Cohort 1 Cohort 2
Patients with pathogenic variant in non-BRCA1/2 genes 7 24
Percent with pathogenic non-BRCA1/2 variant 6.1% 10.6%
(for pa(ents where data was available from both labs)
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